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APUTMOrEHHASY1 KAPAMOMUOMNATUA NPABOIO XEJTYAO04KA B COYETAHUN C TEMOAUHAMUYECKHU
3HAYUMbIM BTOPUYHbIM AEDEKTOM MEXMNPEACEPAHOW NEPErOPOAKMN

Lanuesa A.H., 3aknsasbmuHckas E. B., ®ponosa 0. B., HeyaeHko M. A., LLlecTak A.T., A3emelukesny C.J1.

BpoxaeHHbln  fedekT MexnpencepaHon neperopoaku (AMIMM) asnsetcs
[0BONIBHO 4acTbIM MOPOKOM cepaua. MNpeametom gnddepeHumansHon anarHo-
ctvkm ¢ MMM, Takke BeoywmMM K MOPhO-PYHKUMOHaNbHLIM HapyLIeHnsM B npa-
BbIX OTAENaX, LO/KHbI ObITb IPYrVe HACNELCTBEHHbIE MM NPUOBPETEHHbIE 3a60e-
BaHus. OfHUM U3 Takux 3ab60NeBaHW SBNSIETCS apUTMOreHHas KapavomMuonaTms
npasoro xenygouka (AKIMX), npueoasLLas K BbICOKOMY PUCKY BHe3amnHon cepaey-
Holi cmepTu (BCC) y nuu, monozoro BospacTa.

B HacTosieit pabote Mbl NpeacTaBnsieM HabMOLEHVE NALMEHTA C BPOXAEHHLIM
nopokom cepaua, MMM onepupoBaHHoro B Bodpacte 19 net. YxyalweHne HacTos-
LLIero COCTOsIHMA BbI0 UHTEPNPETUPOBAHO Kak nocneactaus AMIM. Mo pesynstatam
noo6cnenosanus B PHLX vm. akap, B.B. MeTpoBckoro 66110 BbISIBNIEHO HE3aBUCUMOE
HacneacTeeHHoe 3abonesaHvie — AKIMK. [aHHoe 3a6oneBaHmne Obino NoaTBEpXAeHO
MOJIEKYNIIPHO — TFEHETMYECKVMU METOAAMM TECTVUPOBaHUS. Bbina BhisiBneHa HoBas
MyTauys p.S194L B reHe DSG2 B roMO31roTHOM COCTOsIHUM. Ha OCHOBaHMM auarHo-
cTupoBaHHoin AKIMK no paHHbIM GUBUKaNLHOTO, UHCTPYMEHTAIbHOTO U FeHeTuye-
ckoro 06cneaoBaHys, MPUHSTO peLLeHne 06 MMNIaHTaLWMK IBYXKaMEPHOO YacTOTHO-
afganTyBHOrO kapavosepTepa-aedudpunnatopa (MKA) ana npodunaktvki pucka
BCC. OanbHeiiluas TakTuka HabmioaeHns 3a naLmeHToM JOMKHA BK0YaTb HE TONIbKO
perynsipHble MmeToapsl KT, 3xoKT, Tectnposanmne dyHkumm MK/, HO 1 kackaaHblii CKpu-
HWHI MyTauyu, OTBETCTBEHHOM 3a pa3suTne AKIXK y uneHoB cembi.
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ARRHYTHMOGENIC CARDIOMYOPATHY OF THE RIGHT VENTRICLE COMORBID WITH
HEMODYNAMICALLY SIGNIFICANT SECONDARY INTERATRIAL SEPTAL DEFECT

Shapieva A.N., Zaklyazminskaya E. V., Frolova Yu.V., Nechaenko M. A., Shestak A. G., Dzemeshkevich S. L.

Congenital atrial septal defect (ASD) is a common heart defect. The subjects for
differential diagnosis of atrial septal defect, also leading to morpho-functional
disturbances in the right parts of the heart, must be either inherited or acquired
diseases. One such disease is arrhythmogenic right ventricular cardiomyopathy
(ARVC), which leads to higher risk of sudden cardiac death (SCD) in young people.
In the article we present the case of the patient with congenital heart disease: atrial
septal defect operated at the age of 19. Deterioration of the condition was interpreted
as a consequence of atrial septal defect. During examination at Russian scientific centre
of surgery named after B.V. Petrovsky an independent hereditary disease — ARVC was
dignosed. The disease was confirmed by molecular-genetic testing methods. A novel
mutation in the gene p.S194L DSG2 homozygous was identified. On the basis of ARVC

Bpoxnennsiii JIMIIIT sBnsieTcss HOBOJBHO YaCThIM
nmopokom cepata. [1o pa3nuyHbIM OLIEHKaM OH BCTpeya-
erca y 1 m3 1500 HOBOpOXIEHHEIX, 3TO TaKKe Hamboiee
yacTeii BIIC, BwISBIsSIEMBIN y B3pochbiX. Eciam 3Tor
MOPOK He ObLT CBOEBPEMEHHO NMAarHOCTMPOBAaH B JIET-
CKOM BO3pacTe, MPU3HAKU HEAOCTAaTOYHOCTU KpPOBO-
00pallleHUS MOI'YT IOSIBUTHLCS YK€ B 16- IeTHEM BO3pacTe
B BUIE¢ TUIIEPTPODUHU TIPaBEIX OTACIIOB Cepalia U B JaTb-
HEUIIeM — JIETOYHBIX U3MEHEHUI U TIPOTPECCUPYIOIEH
munataumu [1K m T1I1.

BompmmHacTBOo BIIC gBISOTCS cOpagndecKUMUA,
OnHaKO 0K0JIo 8—10% cinyyaeB UMEIOT HAC/IEACTBEHHYIO

diagnosed on the base of physical, instrumental and genetic testing, the decision was
made to implant a dual-chamber frequency adaptive cardioverter-defibrillator (ICD) for
the prevention of SCD risk. The further tactics of patient monitoring must include not
only regular ECG, echocardiogram, ICD function testing, but also cascade screening
mutations responsible for the development of the ARVC in family members.

Russ J Cardiol 2014, 5 (109): 61-65
Key words: ARVC, secondary ASD, ICD, genetic testing.
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npuponay. B HacTosImee BpemMs U3BECTHBEL 9 XpOMOCOM-
HBIX JIOKYCOB, aCCOLIMMPOBAHHbIX C pazputuem JIMIIII.
WsonupoBannbie ¢opmbel AMIIIT — ASDI, xaptupo-
BaHHBIN Ha xpoMocoMe Sp, ASD3 mn ASDS5, xoTophle
BBI3bIBAOTCS MyTauusimu B reHax MYH6 u ACTCI. Tlpn
MmyTauusax B reHax GATA4, TBX20, CITED2 n GATA6
(bopmbr ASD2, ASD4, ASD8E n ASD9, cOOTBETCTBEHHO)
JAMIIIT oOblYHO coyeTaeTcs C APYrMMU aHOMAaIWusIMUA
pasButus cepaua. Couetanue JIMIIII ¢ muHTpaaTpraib-
HBIMH aHEeBpPM3MaMU W HApYIICHWSIMUA PUTMa Cepialia
yacTo HabamoparTcsa Ipu MyTtanusx B reHe TLLI
(ASD6). HapylieHue aTpHMOBEHTPUKY/ISIPHOTO IIPOBE-
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nmerus n JIMIIII xapakrepHo mist ASD7 (MyTallu B TeHE
NKX2.5).

I[MpenmeTtoMm mmdpdepeHINaTbHON ITUATHOCTUKH
¢ JIMIIII, raxke BemymumM K MOphO-GhyHKITMOHATBHBIM
HapyIIEHUSIM B TIPABBIX OTIEAX, JHODKHBI OBITH APyTUe
HaCJIeICTBEHHbIE WM TIPUOOpEeTeHHBIE 3a00JeBaHUs.
OmHnM W3 TaKUX 3a0o0JIeBaHMI, KOTOPOE CIIEAYyeT pac-
CMaTpuBaTh B HESICHBIX CUTYAIUsIX, SIBISICTCSI apUTMO-
TeHHasi KapAMOMUOTIATHST TIPABOTO KeTy0UKa.

Kimnnyeckoe HabmoneHune

MMamuent C., 25 net, MOCTYNUI B OTAEJICHUE XUPYPTH-
yeckoro JiedeHust auchyHkumii muokapaa PHIIX
uM. akan. b.B. IlerpoBckoro PAMH c¢ xamobamu
Ha nepebou B paboTe cepiua, oolLyio ci1abocThb, MOBBI-

Puc. 1. ®parment 3KT ¢ pervctpaumeit nisepcum 3ybua T B rpyAHbIX OTBEAEHUSIX
(V1-V5).

MEHHYI0 YTOMJIIEMOCTb, OIBIIIKY TIPU YMEPEHHBIX
usnuecknx Harpyskax (moabem Ha 3—4 3Tax).

W3 anamue3a: B 2004r mipu TUTAHOBOM OCMOTpE OHAar-
HOCTUPOBaH BPOXIEHHBIN MOPOK CepAla — BTOPUYHBIN
nedeKT MeXIpeACcepIHOl TEPEeTOPOAKU, B CBSI3U C YeM
MaleHT HampaBieH B OOJBHUILY 10 MECTY JKUTEJIbCTBA,
rae Obljla BBITTOJTHEHA Olepanus: yiuBaHUEe aedexTa
MeXTIpeacepaHol Teperoponku. [locmeonepalimoOHHBIN
repron Tpotekan 6e3 ocioxHeHuit. C 2006r orMeTw
YXYIIIIEHNE COCTOSTHUS B BUE CHYDKEHUSI TOJIEPAHTHOCTH
K Harpy3kam, HapacTaHusl TiepeboeB B paboTe cepiila,
OnbIIKY, 0TeKoB. Ha ocHOBaHWY TTPOBEIEHHOTO HEWHBA-
3UBHOTO 00CJIEZIOBAHMUSI TI0 MECTY XKUTEJIHCTBA TTOCTABJIEH
IMarHo3: HEeMOCTaTOYHOCTh TPUKYCTIMIAIBHOTO KIIariaHa
2—3 crenenu. HemoctatoyHOCTh KJlamaHa JIETOYHOM apTe-
puu 2 crenieHu. XKenmynodkoBasi 3kcTpacuctonust. Ha done
Mo00paHHON Tepanuu, BKITIOYABIIE coTarekcar U Kap-
MMOMAarHWI, CyOBEKTMBHOE COCTOSTHWE TallMeHTa YITyd-
IWIoCh. B manbHelieM MpoXoausl HEOMHOKPAaTHOE CTa-
IIMOHAPHOE JIEYeHUE IO MECTY XWTEIhCTBA B CBSI3U
¢ nIekomrieHcanuel mopoka. B asrycte 2010 roma mpm
00cIIleIoOBaHN B paiOHHOI OOJBHUIIC OBUI TOCTaBJICH
JIMAarHO3: MUOKapINIECKUl KapANOCKIIEPO3; HEMOCTATO-
HOCTh TPUKYCITUAATHLHOTO KJIAlaHa; HapyIIeHWe pUTMa
cepalia Mo TUITy YacCThIX KEJTYTOYKOBBIX IKCTPACHUCTOI.
Bbi10 IPUHATO perieHre 0 TOCTUTATU3AIMY B CTAllOHAD
IUTST TIOJTHOTO KJIMHWUYECKOTO OOCJIEOBAHUSI W PEIICHUS
BOITpOCa O XMpyprudeckoM JiedeHuu. [Ipu mocryrureHumn
COCTOSTHHE TTAlTMEHTA CPETHEN TSDKECTH , KOXKHBIE TTIOKPOBBI
0JIeTHO-PO30BOI OKpAacKU. B eTKux mbIxaHue BE3UKYIIsIp-
Hoe, xputioB HeT; YJ1J1 — 18 B MunyTy. ToHBI cepaiia mpu-
TJYIIeHBI, APUTMUYHBIE, CUCTOIMYECKUI TITyM B TIPOEK-
muu TpuKycraanbHoro KiianaHa, YCC 110 yo/muH, AL
130/80 MM pT.cT. 2KMBOT MSTKMIT, 6€300JIC3HEHHBIN TIPH
napranyy. Gusnonornyeckrie OTIpaBIeHUs B HOPMeE.

IDKI: putM cuHycoBbIi, BosbTax cHmkeH; YCC 70
yo/muH, PQ 0,18 mc, QRS pacumpen no 0,12 mc. [1po-
nmomkuTenbHOCTE cructorsl QRST 0,38 mc. biokana mpa-
Boil BeTBU mydka [uca. MHBepcusa 3yo6ua T B IpyaHBIX
otBeaeHusx (V1-V6) (puc. 1).

Cymounoe monumopupoeanue IKI no Xoamepy:
Ha cuHycoBoM putMme cpentsis YCC pasua 70 yu./mMuH.,
YCC min 48 ya./mun., YCC max 108 yu./muH. Kery-
IOYKOBasl JSKTONMYECKass aKTUBHOCTb — 1315 monu-
MOPMHBIX XeTyT0YKOBbIX aKcTpacucTol (KDC), mo 256
B yac (19—20:00), B Tom yucne 43 mapnsie u | anu3on
npobexku KT u3 8 cokpamenuii, ¢ MmakcumanbHoi YCC
150 yu./muH.— 4b k1. 10 JlayHy.

IxoKI: newoiit xenynouek (JIXK): KAP 4,3 cm, ®U
46,24% , oTMeuaeTCs MapagoKCcalbHOE ABUXKEHUE MEXKe-
JIyTOYKOBOM TIEPETOPOAKMU. 3HAUMTENbHAST TUJIaTallns
MpaBBIX OTAENOB cepama: mpaBoe mpencepaue (ITIT)
7,1x5,8cwm, mipassrii xenynodek (I1K) 4 cm. BeipakenHoe
CHUXEHUE TJIODATbHON M JIOKAJTbHOW CUCTOJWYECKOM
n muacrtommaeckoit dpynkuum I12K. JleBoe mpencepmue
HE paclIupeHo. YMEpeHHOe CHUXEHUE TI00aTbHOI
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cuctommueckoit pynkouu JIXK. CreneHp peryprutalmu:
Ha MUTPAJIbHOM KiIanaHe — I; Ha TpUKyCIIMIaTbHOM KiIa-
ma"e — III (puc. 2 A, B).

Ilo Odannbim mazHummuo-pe3oHancHoil momozpagpuu
(MPT) cepoua ¢ konmpacmupoeanuem BU3YaTU3UPYCTCS
JuaaTainus mnpabbix Kamep cepaua, (KIAP ITX 6,6 cwm,
III1 6,4x4,6 cm, KCP I1K 5,6 cm), ¢pubposHast mepe-
CTpOMiKa W WMCTOHYECHWE CTEHKU IIPABOTO XKEIyIodyKa
MeHee 2 MM. OTMedaeTcsd OTCPOYCHHOE ITOBEIIIICHUE
WHTEHCUBHOCTH cUTHaja oT creHku [12K mocite B/B KOH-
TpactupoBaHus. OTIpenensieTcss CUCTOIMICCKUI peBep-
CHUBHBI CUTHAJI B IIOJIOCTH PACIIMPEHHOro 10 6,4x4,6 cM
IIT1, noBbilieHWEe TpadeKyasipHOCcTH B mosoctu IT12K.
MexckeaymouKkoBasl IIeperopoaka B CpeIHUX CerMeHTax
C aTUMIMYHBIM OBIDKeHUEM (puc. 3 A, b, B).

Ienemuueckoe ob6caedogsanue nayuenma BKITIOYATIO
MIPSIMOE CEKBEHUPOBAHWE KOTUPYIOIIEH IMOCIe0BATEIb-
HOCTM W TIPWICTAIOIINX WHTPOHHBIX 00JacTeii T€HOB
PKP2wn DSG2 [1]. YacToTa BCTpe4aeMOCTH BEISIBJICHHBIX
peOKnX TCHETHMYECKMX BapMaHTOB OIIPEICISIETCS METO-
moM ITHP-TTIP® anamm3a, mpy KOTOPOM OB BBISIBIICH
B 6 5k30He TeHa DSG2 HOBBI TeHETHMYECKUI BapHaHT
p.S194L. B TOMO3UTOTHOM COCTOSTHUM, IPUBOMSIINIA
K 3aMeHEe aMUHOKMCJIOTHI CeprHA Ha JICHILIMH B TTOJIMIICII-
tuaHOU term (puc. 4). JlaHHas 3amMeHa He Oblia BBISIB-
nena B rpynme u3 100 3moposix jmi (200 xpoMocom).
IIporHocTryeckoe 3HaYeHNE 3aMeHBI p.S194L omeHmBa-
JIOCH C TIOMOIIBIO IporpaMMel PolyPhen2, mo3Botstiomeit
aHAJMM3UPOBaTh BIUSIHUEC aMHWHOKUCIOTHBIX 3aMeH
Ha CTPYKTypy M (PYHKIUM OelKOB dYejloBeKa. JlaHHas
3aMeHa OIICHCHA KaK ITaTOTeHHAsI C BBICOKOM BEPOSITHO-
cteio. B OGonbmimHcTBe ciydyaeB AKIIK Hacnemyercs
10 ayTOCOMHO-IOMWHAHTHOMY THITy. Hammane myrammu
B TOMO3HWTOTHOM COCTOSTHUM MOXET OBITh pe3yIbTaToOM
00IIIeTO MPOMCXOXICHUS ajuiefieli (KPOBHBIM POICTBOM

RAMS SURGERY CENTER

SURGERY CENTER

R1S GBZ C9? A2

Puc. 2 (A, B). Ctpenkamu ykasaHbl paciuMpeHHble nonoctv MX v M.

Tabnuua 1
MonekynsipHo — reHeTuyeckue BapmaHTbl AKIDK [11]
®deHoTun Tun HacneposaHus JNokyc TeH Benok YacrtoTa
MyTaLuii
AKX 1 A-I 14g23-g24 TGFB3 TpaHchopmupyioLmin GakTop pocTa  HEM3BECTHA
6eta-3
AKX 2 A-4 1042.1-43 PVAHOAMHOBbLI PELENTOP  PUAHOAMHOBbLIV PELENTOop, TN 2 HensBecTHa
(RyR2)
AKX 3 A- 14912-922 HEeW3BECTHbIN - HensBecTHa
AKX 4 A-[ 2032.1-932.3 HEN3BECTHbIN - Hen3BecTHa
AKX 5 A-L 3p21.3-3p25 TMEM43 TpaHcMeMbpaHHbIi 6enok 43 yacTas B KaHage
AKX 6 A-I 10p12-p14 PTPLA TMpo3uHdpocdhaTaza — Nopo6HbIN Hen3BecTHa
6enok
AKX 7 A-[ 10922.3 DES [EeCMUH Hen3BecTHa
AKX 8 A-LL 6p24 DSP [[ecMonnakuH 6-16%
AKIMK 9 AL 12p11 PKP2 nnakounvH 2 25-40%
AKX 10 A-LL 18g12.1-g12.2 DSG2 [eCMOrnenH 2 12-40%
AKIMXK 11 A-I 18qg12.1 DSC2 [E€CMOKONNH 2 2-7%
AKX 12 A-P 17921 JUP nnakorno6uH HensBecTHa
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Puc. 3 (A, B, B). MPT cepgaua ¢ B/B KOHTPACTMpOBaHUEM (rafgoavHuit-conep-
Xawwmii npenapart). CTpenkamu OTMeYeHbl y4yacTku GrOPO3HOI nepecTpoiiku
cTeHku MX.

ATACCCTGAATTTGARAATTTCCTATAGARTOGTATC TCTGOAGCCTCCTTATOCTCOAG 235
BEERRLEERLRE TRERE R PR R R R R e e e
Spjet 25887 ATACCCTGAATTCGAAMATTTCCTATAGARTCGTATCTCTGGAGCCTGCTTATCCTCCAG 28946 Hopma

Query 176 MyTauua

Puc. 4. 3ameHa p.S194L (c.581C>T) B roMO3UroTHOM COCTOSIHUM B 6-M 3K30HE
resa DSG2 (nokasaHa ctpenoykoi, B Hopme C). MoaTreepxaeHne mytaumm p.S194L
B DSG2 y naumenTa C. pectpukTasoii Tagl + npoBepka Hanu4ius MyTaumm B BbIGOp-
K€ 30,0POBbIX AOHOPOB.

ponuteneit, appekToM ocHOBATENSI) WIU OEIELUid BTO-
poro ajiensi, YTo MOATBEPXKAAETCS MPUHALIEXKHOCTbIO
marenTa C. K KaBKadckoil momyisiunm (Pecrrybimka
JlarectaH), B KOTOPO# IMMPOKO PaCIIPOCTPaHEHBI OJIM3KO-
POACTBEHHBIE Opaku, B TOM YMCJIE MEXY TBOIOPOIHBIMU
OopaTthsiMu U cecTpamiu. Ha To e yKa3bIBaeT U TOMO3H-
TOTHOCTb T10 BCEM BBISIBJIEHHBIM T'€HETMYECKUM BapuaH-
TaM y JaHHOTO ITallieHTa.

Ha ocHOBaHMY MOMYyYEeHHBIX JaHHBIX (DPU3UKAIBHOTO,
WHCTPYMEHTAJIbHOTO M TE€HETUYECKOro oOciiemoBaHUSI,
OBLIIO MPUHSTO pellleHrue 00 MMILIaHTAlUMK JAByXKamMep-
HOTO YacCTOTHO-amallTUBHOTO KapauoBepTepa-medu-

opwurgTopa. IlocieonepalliOHHBIA TIEpHOI ITPOTEKAT
0e3 OCIOXHCHUI, paHa 3aXWIa TEPBUYHBIM HATsKE-
HUEM.

O6cyxaeHue

B HacTosIIeM KIMHWYECKOM HAOMIOOCHUN MMEETCS
yKa3aHUe Ha BPOXKIEHHBII ITOPOK Cep/la — BTOPUYHBIIA
IeeKT MEXIIPEeICePIHONM IIepeTOpONKNM W Pa3BUTHE
JICTOYHO# TUIIEPTCH3WN, HEIOCTATOYHOCTU TPUKYCIIU-
JIAJTBbHOTO KJIallaHa, TUJIaTallMy IIPaBBIX OTHCIIOB Cepala,
KaK pe3yiabTaT UIMTEJBHOIO CYIICCTBOBAHUS 3TOTO
nopoka. OgHAaKO Iporpeccupymolnee HapacTaHUE KeTy-
JIIOIKOBOM 3KCTPACHUCTOJINHA M MUHUMAJIbHBIA KIIMHAYC-
CKUi 3(PpdeKT OoT IMoJoOpaHHOI aHTUAPUTMUYECKON
¥ KapauaJbHON Tepamnmmu, MOTPeOOBAM WMCKIIOYCHHUS
HE3aBHUCHMOTO apUTMOTEHHOTO CyOCTpara.

B 1994r W.J.McKenna et al. IipeaioxXuiy JUarHOCTH-
YeCKHe KPUTSPUU apUTMOTEHHOM KapIMOMHUOIIATHAM TIpa-
BOTO KEJIYHOYKa, CPeOM KOTOPBIX BBIACIISIIN OOJIBIINE
u Manble. B 2010r s Kputepun OBUIM TIEPECMOTPEHEI,
YTO TTOCTYKUJIO YIYIIICHUIO TUATHOCTAKN 3a00JIeBaHUS
[2, 3]. CommacHo mepecMortpy, muarHo3 AKITXK cumra-
€TCS JTOCTOBEPHBIM TP HAIMINU 2-X OOJBIINX KPHUTE-
pUeB, BEpOSITCH NIPU HAIMIUU 1-TO OOJBIIOIO M 2-X
MaJIBIX ¥ BO3MOXXEH IIPU HAJIMUNH 4-X MaJIbIX KPUTCPUCB
W3 pa3HbIX KAaTeTOPUIA.

[Tocire TTOTHOTO MHCTPYMEHTAIBLHOTO O0CIICIOBAHMS
y MarueHTa ObUTH BBISIBICHBI 4 OOJBITMX (MHBEpCHUS 3y0-
uoB T B V1-V6; 3HauuTeNbHASI AUIATALIUMSI C BBIPAKEH-
HBIM CHIDKCHHEM TJI00aTbHOM U JIOKATbHOM CUCTOIIMIC-
ckoit m pynkoun I[12K; hubpo3Hast mepecTpoiika mpaBoro
Kenynouka Ha MPT, BbIsiBAeHHasl reHeTUYecKask MyTa-
us) W OOVH MaJIbIii TMarHOCTHIeCKuit KpuTtepwit (1315
KETyIOYKOBBIX 9KcTpacuctol, 2KOC — 4b k1. o Jlayny).

ApUTMOTeHHasT KapIMOMHOIIATHS TIPaBOTO KEIy-
IOYKa — TEHETMYCCKM TeTeporeHHOe 3abojieBaHUC,
XapakTepusymolieecs: GruOpo3HO-KUPOBBIM 3aMeIIeHUEM
MUOKapa IIPEeUMYIIIeCTBEHHO ITPAaBOTO XKeIyI0uKa, KIIH-
HUYEeCKH MaHudecTupyolee HapyIIeHHEM pHTMa
cepara B BUIC KEIYIOUYKOBOM SKCTPACUCTOINU U IIPaBO-
KeJTyIOYKOBOU TaXMKApIUM C BBICOKMM PHMCKOM BHeE3all-
HOW cepaedyHoil CMepTH y JIWI] MOJIOAOTO Bo3pacta [3].
B cnyuae cemeliHbix (popM, 3abosieBaHME HaCIeayeTCs
¢ BeposITHOCTBIO 50%. BhicOKast BEpOSITHOCTD Iepeaadn
3a00JIeBaHNUSI TTOTOMKAM CBSI3aHHA C ayTOCOMHO-IOMM-
HAHTHBIM THUIIOM HacjiemoBaHus. OmTHAKO OTCYTCTBHUE
OTSTOIIEHHOTO aHaMHe3a He MCKIII0YAaeT TeHEeTUYCCKOM
TIPUPOIHI 3a00JIeBaHUS, HAPSIAY C TIPAMBIM HacjemoBa-
HUEM BO3MOXHO BO3HMKHOBECHUE MyTalluM de novo [4].
PesynbTaThl KOMIUIEKCHOTO WCCIACHOBAHMS MYTaIldit
nauueHToB ¢ AKITXK BBISIBUIM 4YacTylo BCTpeyaeMOCTb
Yy HallMEHTOB HE TOJBKO OTHOW TeTepO3WTOTHON MyTa-
WU, HO ¥ CJIy9au TUTeHHBIX ¥ KOMITAyHI-TeTePO3HTOT.

PacnpoctpanenHocts AKITK Masio usyyeHa B CBSI3U
C TeM, YTO HadvaJio 3a00JIeBaHMS 9acTO IIpOTeKaeT Oec-
CHMIITOMHO, HO CUMTAETCS, YTO OHA BapbupyeT ot 1:5000
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1o 1:2000 B pa3HBIX 3THHYECKUX rpyntax [5—7]. [ermep-
Hoe cooTHouleHue B mopaxeHHbix AKIIXK ceMbsx
cocraBisger M: 2K=3:1 [5, 8]. CymiecTtByeT HECKOJIBKO
teopuit BosHUKHOBeHUs AKITK: nu3oHTOoreHeTnueckas,
IeTeHepaTUBHAsI, BOCHAJIWTENbHAsI, a TaKXe TEeopus
amonTo3a, mnpeajioxeHHad D’Amati et al. [9, 10].
Ha cerogHamiHMA AeHh W3BECTHBI 12 MOJIEKYISIPHO-
reHeTndeckux BapuaHToB AKIITK (Tabm. 1), cBI3aHHBIX
C MyTallUSIMH B TeHAX KOAMPYIOIINX CTPYKTYPHBIC OCTKI
gecMocoMm muokapaa [12]. B 25—40% cinyyaeB AKITK
o0ycioBieHa MyTauusiMu B reHe PKP2, B 12—40% ciy-
yaeB — Myranusamu B reHe DSG2. Ha momo mpyrmx
M3BECTHBIX TeHETUYECKUX (hOpM MpUXOAUTCS MeHee 16%
ciIyJaeB 3a00JIcBaHUS.

B cBs3u ¢ nmosiBieHnemM HetunmuuHbIX popMm AKITXK,
JMOO COYETAHHBIX C IPYroil KapAWajlbHOU IaToJOTven
(BpoXIeHHBIC TTOPOKM, MHOKAPAUT) BKIIOUCHHE MOJIC-
KYJISIPHO-TEHETUYECKUX METONOB TUATHOCTUKM SIBIISICTCS
00s13aTeIbHBIM YCJIOBUEM UISI TOYHON ITHArHOCTHKU
3a00J1eBaHNUSI, KaK y MalleHTa, TaK U Y POICTBEHHUKOB.
VYuuTteiBad, yto y naneHToB ¢ AKIT2K nmeercst Boicokmit
PUCK pa3BUTHS XKEIYTOIKOBOI TaXMapUTMHUU 1 BHE3aII-
HOM cepIeyHOl CMEepPTH, Ha HAYaJbHBIX 3Talax 00ciIeno-
BaHWS JOJKHA OBITH IIPOBeAcHA CTpaTU(UKAIMSI PUCKa
BCC u BBISIBICHBI 3IHM30IBI TaXHMAPUTMUU C IIENBIO
BBISIBJICHMSI TTOKA3aHWI K IMILTAHTAIIMN KaparuoBepTepa-
mepuopmwurstopa (MKM). UK, saBasercs Hambolee
3(p(EXTUBHON rapaHTHedl TPOTUB BHE3AITHOM CMEPTH
y nmauueHToB ¢ AKITXK, onHako yuuThiBast, 4to (pubdpo3-
HBIN 1 XXMPOBOM XapaKTep MAOKapIa IIPaBoOro XeaynouKa
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MOXKET MNPCHATCTBOBATL YYBCTBUTCIBbHOCTU MK,H , €ro
TOYHAaA poJib JO CHX ITOP HYKIACTCA B YTOUHCHHWMU.

3aknioueHue
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